INTRODUCTION
Infantile autism is currently viewed as a behaviorally defined neurodevelopment disorder of early childhood. It has become accepted that autism is a constellation of behavioral symptoms (disturbance of reciprocal social interaction, disturbance of communication, disturbance of normal variation in behavior), that expresses the atypical function of an affected individual's brain.
A large number of specific medical disorders/ organic conditions (chromosomal abnormalities, tuberous sclerosis, neurofibromatosis, Moebius syndrome, infectious agents, and metabolic disorders) have been found to be associated with autism or autistic-like conditions. Gillberg and Coleman refer to such disorders as PARMDs (Possibly Autism Related Medical Disorders). The estimated rate of PARMDs varies from 11% to 12% in population-based studies, that did not include comprehensive neurological and medical investigation, to 37% in studies that include such investigation (Gillberg & Coleman, 1996) .
The possible causes of autism have been under debate for many years. The disorder was once thought to have a psychogenic base, but it is now recognized that multiple biological processes probably lay in its origin (Gillberg & Coleman, 1992) . Family and twin studies show that autistic disorder is in large measure genetically determined (Bailey, Philips, & Rutter, 1996) . However, the inheritance pattern is not well defined, indicating that the genetic contribution is likely to be polygenic rather than result from a single gene defect. There have now been reports of autism associated with abnormalities in almost every chromosome, varying in frequency from 1% to 15% (Carratalá et al., 1998; Ghaziuddin & Burmeister, 1999; Gillberg, 1998 ; Goizet respectively. He was found to have general delay in his development; his social relation and communication skills were impaired and associated with stereotyped and ritualistic behavior. Most aspects of the abnormal behavior had been noticed by the parents before the age of 3 years.
Neurodevelopment Evaluation
Based on clinical history and examination, A.P. met 10 DSM IV (Diagnostic and Statistical Manual of Mental Disorders, 4th edition), (American Psychiatric Association, 1994) criteria for pervasive developmental disorder of the autistic subtype. Specifically, he showed marked impairment in social interaction (impairment in the use of nonverbal behavior such as eye contact and facial expression, failure to establish proper peer relationships for his developmental level and lack of adequate social or emotional reciprocity). His spoken language was delayed, stereotyped, and repetitive, with marked impairment in the ability to initiate or sustain a conversation with others. He also showed marked impairment of nonverbal communication and restricted repetitive and stereotyped patterns of behavior, interests, and activities (hand-flapping, "pulling faces" and persistent preoccupation with parts of cars and other objects that make noises).
The total Childhood Autism Rating Scale (CARS) (Schopler, Reichler, & Renner, 1988 ) score for A.P. was 32 points indicating mild to moderate autism. A.P. was assessed using the Autism Diagnostic Interview-Revised (ADI-R) (Lord, Rutter, & LeCouteur, 1994) and satisfied the cutoff for autistic disorder. His scores on the three domains of social interaction, communication, and repetitive behaviors were 30, 24, and 4, respectively (Table I) .
The general physical examination did not show any focal neurological or sensorial deficits or neurocutaneous lesions. His height at 11 years was 142 cm et al., 2000; Lauritsen, Mors, Mortesen, & Ewald, 1999; Smith et al., 2000) . The most frequently reported chromosomal aberrations are found on the long arm of chromosome 15, including deletions, duplications, and inversions in the 15q11-q13 region, near the PraderWilli-Angelman gene region (Bundey, Hardy, Vickers, Kilpatrick, & Corbett, 1994; Gillberg, 1998) . A defect on the FMR-1 gene, in the fragile X region on chromosome Xq27.3, is also frequently associated with autistic behavior, although this abnormality defines specifically the fragile X syndrome and is a relatively uncommon cause of autism (Filipek et al., 1999; Gillberg, 1998; Lauritsen et al., 1999; Wassink et al., 1999) . Abnormalities in almost all other chromosomes have been reported to be associated with autism, but generally occur with a low frequency (Gillberg, 1998) . Such findings are particularly important for the identification of susceptibility genes: by examining chromosomal abnormalities associated with autism, such as translocations and deletions, it is possible to identify breakpoints that are indicative of loci involved in autism and therefore spot candidate sites for molecular investigation (Bristol et al., 1996) .
In the following report we describe the occurrence of autism in a child with partial tetrasomy in mosaic of a distal chromosome 3q segment, involving a translocation to the short arm of chromosome 12. The extra material on chromosome 12p was identified by fluorescent in situ hybridization (FISH) as a segment of the long arm of chromosome 3 that is present in an inverted duplicated form.
CASE REPORT
A.P. is a Caucasian male born on 12/3/88. He is the first child of healthy unrelated Portuguese parents, aged 30 and 32 at evaluation, and has a 6-year-old sister who is a healthy, normal girl. A.P. was born by forceps at term, weighing 2850 g and with an Apgar score of 10 at 5 minutes. There were no neonatal problems, but he was born with a clubfoot, which was surgically corrected at 18 months. Between 9 and 24 months he suffered from simple fever convulsion. EEG was normal at the age of 1 year. All of his developmental milestones were delayed: he walked independently at 3 years old and started to speak at 4. At the age of 3 years he was referred by his family doctor to a child psychiatrist, with suspicion of a pervasive developmental disorder of autistic type.
A.P. was assessed in our Autism Unit in 1997 and subsequently in 1999, at the age of 9 and 11 years, 
